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AHHOTanMs. B 1aHHON cTaThe paccMaTpUBAIOTCA TEUYEHHE HEWPOHAIBHOTO
HEPOUIHOTO JUMO(YCIMHO3a HAa MpPUMEPE ABYX KIMHUYECKUX CJIydaeB, a TaKxke
OCO6€HHOCTI/I, CX0ACTBA W pas3iniuAa CUMIITOMATHYECKON DIUIIECIICUU IIpru JaHHOM
3a0osieBannu. HMmMmeHHO paHHAA  KIIMHUYCCKAasA JUArHOCTHKAa HACJICACTBCHHBIX
3a00€BaHUil  MOXET MPENOTBPATUTh PAHHIOK  HWHBAJIMIW3AMUIO JETEH U
JIECTAJIbHOCTD.

Annotation. This article discusses the course of neuronal ceroid lipofuscinosis
on the example of two clinical cases, as well as the features, similarities and
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differences of symptomatic epilepsy in this disease. It is the early clinical diagnosis
of hereditary diseases that can prevent early disability of children and mortality.
KiroueBble cjoBa: cuMnToMaTHuecKast SIIHJICTICHU, HACJICICTBCHHBIC 00JIe3HU
oOMeHa, HeHpOHAIBHBIN [IEPOUTHBIN JTUTTO(YCIIMHO3.
Key words: symptomatic epilepsy, hereditary metabolic diseases, neuronal
ceroid lipofuscinosis.

BBenenue

Heitponanbueie nepounnsie nunodycrunossl (HIJI) - omna w3 rpynm
HacyencTBeHHbIX Oone3neit oOMena (HBO), xapakrepusyromascs moauMoppHOn
KJIMHUKOU HEBPOJIOTUYECKUX CHHJIPOMOB, CUMITOMAaTHYECKOU
(hapMaKOpEe3UCTCHTHON  OSIUJICTICUEH, yracaHWeM KOTHUTHUBHBIX (DYHKIUH U
perpeccoM JOCTUTHYTBIX HAaBBIKOB, HApyIIEHHEM 3pEHUs 3a CcYeT aTpoduu
3puTenbHbIX HePBOB[1]. Cpeau TM30COMHBIX 00JIe3HEN HAKOTUICHHSI STTHIICTITUYECKUN
CYyJOPOKHBIM CUHAPOM yalie Bcero Bo3HukaeT npu HIJI [3,4]. B nu3ocomax KieTok
MIPOUCXOIUT HAKOIUICHUE ayTO(IIOOPECIEHTHOTO JIUTIOMUTMEHTA, KOTOPBI COCTOUT
u3 OenkoB canmo3uHOB A u D w/unu cyObeauHUIB ¢ MUTOXOHApUanbHOH ATO-
cuHTa3bl. [Ipy TUCTOXMMUYECKOM OKpAIIMBAaHUM MAaTEpUANl JAET MOJIOKUTEIbHYIO
peakiuio Ha Kuciayro (Qocdatazdy M OKpaliMBaeTcs CyJAaHOM YEpPHBIM, YTO
CBUJICTEIILCTBYET O MPUCYTCTBUH (POoCcPONMUNUAOB. ITO CBOMCTBO HUACHTUYHO
CBOMCTBaM TaK Ha3bIBAEMbBIX MUTMEHTOB "M3HAIIMBaHUA", WK "cTapeHus", OObBIYHO
Ha3bIBaEMbIX JTUNODyCHMHAMU WIH LeporaamMu. MHorue HacjiaeACTBEHHbIE 00JIE3HU
oOMEeHa HE MMEIOT OTIMYMUTENIbHBIX KIMHUYECKUX MPU3HAKOB, B HEOHATAJIHHOM H
MJIQZICHYECKOM BO3pACT€ CHUMIITOMBI HecnelUUuPUUHbl (3a7epKKa (PU3UYECKOTO
pa3BUTHUSI, HAPYIICHUS BCKApMJIMBAaHUS, SMHU30/bl COHJIMBOCTH W BSJIOCTH)[2], HO
IIEPBBIE CEPHE3HBIEC MPOSBIECHUS] OTMEUYAIOTCS YKE B IIEPUOJI PAHHETO JIETCTBA.

Heap wuccaegoBaHMsi - HAa OCHOBAHMM JIByX KIMHUYECKUX CIIy4acB
conoctaButh W cpaBHUTh TeueHne HILJI 1 m 2 TunmoB mo Tpem KpUTEpHUsIM:
OCOOEHHOCTH  JNWJICNTUYECKUX  MPUIATKOB,  TNEPMAHEHTHbIE  HApYIICHUS,

MapaKJIMHUYECKHUE JAHHBIE.

MatepuaJibl M METOAbI HCCJIEI0BAHUS

PaboTa ocHOBaHa Ha TMHAMHYECKOM aHAJIN3€ UCTOPUI 0O0JIE3HU JBYX AEBOYEK
(B.A. u LI.1.) ¢ auarnozom HIJI, npoxoauBIIuX MOBTOPHBIE KypChl 00CIEI0BaHUS
u nedyenus B HeBposiornueckoM otaenenuu ['bY3 IIK JIKb um. [Inuyruna I1.1.

Pe3yabTarhl Hcc/ieI0BaHUS U UX 00CYKIeHHe

B nepsom (B.JI.) ciywyae guarno3 HILJI 1 tTuna reHeruuecku MOATBEPKIAEH B
Bo3pacte 3,5 1., a Bo Bropom (III.J[.) cmywae HIIJI 2 Tuma nuarHOCTUPOBaH B
Bo3pacte 4 r. Ilpu aHanmuze ObUT BBISBIEH Dsii CXOJACTB M Pa3iu4vil B TEUECHUU
3a00JIeBaHUA.

J1eO10T 3MUIenTUYECKUX MPUNAAKOB B OOOHMX CIIydasX COCTOSJICS B PaHHEM
nerckom Bo3zpacte: 2 r. (B.JI.) m 3 r. (II.[.). XapakrepucTuka AOMHUHUPYIOLIIUX
OpUCTYNOB OblIa CXOAHA: (hOKaJbHBbIE AJABEPCHUBHBIC MPUNAAKH C IEPEXOJAOM B
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CyZIOpPOXHBbIE BTOPUYHO-T€HEpAIN30BaHHbIE TOHUKO-KIOHMYeckue. Y II.J[. mepen
CyJIOporaMu WHOTJ]a OTMEUajach 3puTeIbHAs aypa B BUJIE CBETAILETOCS 00BEKTA.

[Ipunaaxy KynmupoBaJIUCh CAMOCTOSITEIBHO, MOCJE YEro JIETH ObLIU COHJIMBHI,
HE JOCTYIHBI KOHTaKkTy B TeueHue 2 MUH. Takxke B 00OMX Ciydasx OTMedalach
(apMaKOpe3UCTEHTHOCTh  AIUJICNTUYECKUX  MPUCTYNOB, OJIHAKO YacToTa U
IPOJIOJKUTENBHOCTh MAPOKCU3MOB pa3iinyaiuch. YacTora NpUMANKOB B IEPBOM
cinydae (B./]) B Hayane 3a0oJieBaHUs COCTaBUIIa 2 pas3a B Mecsll, Jajiee B 2 T. 6 Mec.
OHM CTaJIM BO3HUKATH €XKEAHEBHO 110 5-6 pa3 B A€Hb JIUTEILHOCTHIO OT 5 10 40 MUH.
VY npyroii nesouxku (I.JI.) mepBblil mpucTyn 3MWICICHM BO3HUK B 3 T. 4 Mmec.,
JUTUTEIBHOCTh KOTOPOTO cOocTaBuia 3-4 MUHYTHI, Jajgee BTOPOW MPHUCTYI 4Yepe3
MECSL, UIUTEIBHOCTBIO 10 2 MUHYT, JaJIE€ MPUCTYIbI MNOBTOPSIIMCH 1-2 pas3a B
MeECHII.

Y B.JI. ormedanmack TpyOas 3ajepkKKa TICHXOMOTOPHOTO PpAa3BUTUA C
MOCJIETYIOUUM PETPECCOM MPUOOPETEHHBIX HABBIKOB (JE€MEHIMEH), UTO XapaKTepHO
Jutst tanHoro 3aboneBanusi. Jlo Ir pebeHOK pa3BuBaics Mo Bo3pacty, aainee B 1 1. 3
MecC. HaJaJla CIIOTHIKAThCS U MajaTh IpH X0/b0€, B 1 T. 5 Mec. MOCTENeHHO nepecTalia
MHTEPECOBATHCS OKPYKAIOIIUM M UTPYILIKAMU, pearupoBaTh Ha uMsl, B 1 roa 8 mec. -
repecraiia XoauTh, B 2 roga 3 Mec. — CUJIETh, C 2 JIET 7 MEC — HE MEePEBOPAUNBAECTCH.
[TocrennenHo y He€ choOpMUPOBAJICS CIACTUUYECKUM TeTpanapes ¢ MaToJIOrM4eCKUMU
pediekcamu ¢ obeux cTopoH, BropuuHas mukpouedanus. Bropas nesouxa (I11.11.)
Hauaja 3aJIepKUBAThCS B Pa3BUTUU C 3 JIET, CHU3WUJIACh KOHIICHTpaIMs BHUMAaHMSI,
YXYJIIINATIACh MaMSTh.

[Ipu npoBeaenun snexrpo3nuedanorpammsl (3317) y nepBoro pedenka (B./1.)
Ha CIEIyIOUMA JeHb Iociieé MepBOro MpHUCTyma, TO €CTh B Bo3pacte 2 T.,
3apETUCTPUPOBAHBl  Pa3Ps/ibl MKTAIBHOW SIUJIENTAUYECKONM aKTUBHOCTH B BHJIEC
komiiekcoB «lIuk-Tlomunuk-Mennennas Bonna» u «Octpas-Mennennas BomHay
MPEUMYIIECTBEHHO B JICBOW JIOOHOHM 10y1€ (CpeAHHE U BEPTEKCHBIE OTIENbBI), YTO
KIIMHUYECKH CONPOBOKIATIOCH MMITYJIbCUBHBIMU B3paruBaHUsIMU c
MPUMIOAHUMAHUEM KOHEYHOCTEM U IUIeY, MHUOKJIOHMYECKUMH TOJACPTrUBaHUSIMHU
MBIIIII] JIMIA, CHUiIbHEee cripaBa. Y BTopou mepouku (III.J1.) B Bo3pacte 3 r. Ha D3I
BBISIBJIEHBI €IMHUYHBIE KOMILUIEKCHI, HallOMUHAatomue natrepH «Octpas-MeieHHas
Bonna» B 7100HO-mepeqHEBUCOYHOW o0OnacTu, yerdye ciuesa. llpu mnoBTOpHOM
nposeaeHun D1 yepes 1,5 r., To ecTb B Bo3pacte 4 r. 6 MecC. 3aperuCcTpUpOBaHa
snuienTuGopmMHasi aKTUBHOCTh B BUJIE KOMIUIEKCOB «OCTpasi-MeJJIEHHAs BOJIHA» U
koMmruiekcoB «lTuk-Ilomunuk-MensieHHass BoJiHA B JIOOHOM W TiepeaHEBHCOYHOMU
0o0JIacTsIX ~ MPEUMYIIECTBEHHO  cjieBa.  Pe3ynbTaThl ~ MarHUTHO-PE30HAHCHOM
toMmorpaduu (MPT) neBouku B.JI. B Bo3pacte 2 1. 5 Mec. Obuth 6€3 0COOEHHOCTEH.
IIpy moBTOpHOM ucCcaenOBaHWM B 3,5 T., Mocie ydamleHus npuctynoB. Ha MPT
BBISIBJICHA KapTHUHA MPOTPECCUPYIOIICH TeHEepaIM30BaHHON 1epedpaibHON aTpodun,
MIEPUBEHTPUKYIISIPHOH JielikodHIeanonatuu. Y Broporo pedbenka 1.JI. mpu MPT B
BOo3pacTte 3,5 I. U 4 I. 3HAYMMOM MAaTOJIOTHUX FOJIOBHOTO MO3Ta HE BBISBIICHO.
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Takum o0OpazoM, HelpoHaNbHBIE IEPOUHBIE JTUNOPYCUUHO3BI 1 U 2 TUIOB
IPOTEKAIOT CO CXOJHBIMUA CUHAPOMAaMU, OJTHAKO TEMIT HapacTaHUs AIUJIEITUYECKUX
OPUNIAJKOB W NPOrPECCUPOBAHUS  NEPMAHEHTHOM  IMCUXOHEBPOJIOTHYECKOU
cumnromatuku Beime npu HIJI 1. HecomuHenHo, nanHas mnpoOiiema TpeOyer
JanbHEIIero u3y4eHus s HauOoJiee pAHHEro BBISBICHUS JTOW TKEIOU
HaCJIE€ACTBEHHOU 00JIE3HN OOMeEHA.
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